We report two sibs with unbalanced translocations between chromosomes 2 and 11, both products of a paternal balanced reciprocal translocation involving bands 2q37.3 and 1lq23.3. (J Med Genet 1993;30:607-9) Recently Norman et all reported a similar translocation to the one we describe here, but in their case involving region 2q35. Like theirs, our translocation is of relevance to the mapping of the type I Waardenburg syndrome
Case reports
The family consisted of a 32 year old father and a 28 year old mother. They have one normal and two affected children. The mother has had two miscarriages, both at 2 months' gestation. A sixth conception reached term but the child had multiple congenital malformations and died at the age of 2 days.
From a second wife there was a total of 13 pregnancies, nine of which ended in early spontaneous abortion. Four of these pregnancies went to term and resulted in two normal and two abnormal children, the latter each having multiple congenital malformations, one dying at 2 days and the other at 3 years.
We were able to examine and karyotype the father and mother and two affected children from the first marriage.
Case 1 was a 7 year old boy, the product of a normal pregnancy and delivery. Birth weight was 2460 g, length 47 cm, and head circumference 35 cm. At birth he was noted to have the following dysmorphic features: large anterior fontanelle (6 x 6 cm) and hypertelorism with inner canthal distance of 2-5 cm, interpupillary distance of 4-5 cm, and palpebral fissure length of 2 cm. The ears were low set and folded on top. There was bilateral ptosis, cloudy corneas, and marked congestion of the conjunctiva. The possibility of congenital glaucoma was ruled out, but he was unable to close his eyes even during sleep and needed tarsorraphy. In addition, there was a single umbilical artery, hypospadias, and shawl scrotum. X rays showed a small first metacarpal and hemivertebrae at T12. Skull x ray showed the presence of wormian bones and no ossification of the lateral aspect of the orbit. He has suffered from excess tear production, congested conjunctiva, and severe photophobia since birth. At the age of 4 years he developed bilateral hydronephrosis owing to pelviureteric obstruction which was corrected surgically. Examination at the age of 7 years showed a severely retarded boy with a weight of 9 76 kg, height of 87 cm, and the following dysmorphic features: flat occiput, high and hairy forehead, low set ears, joined eyebrows, and large eyes with long eyelashes (fig 1) . The inner canthal distance was 3 cm and interpupillary distance was 6 cm. There is some scarring of the cornea and severe congestion of the conjunctiva. His nose is short, upturned, and has a depressed bridge. He has a long, smooth philtrum with a large, Cupid shaped mouth and hypodontia. The hands and feet are small, the fingers are spindle shaped with bilateral clinodactly, and there is overriding of the second and third toes bilaterally. He also has hypospadias with a minor degree of shawl scrotum. Auscultation indicated a grade 3/6 systolic murmur at the left sternal edge. Echocardiography and CT scan of the brain were normal. The auditory evoked responses were normal.
Case 2, a 21 year old girl, was the product of a normal pregnancy and delivery. Birth weight was 2500 g. At birth she was noted to have hypotonia with long fingers and bilateral dislocation of the hips. She suffered from repeated attacks of stridor and was found to have laryngomalacia. At the age of I years she developed repeated attacks of convulsions which were controlled by phenobarbitone. CT scan of the brain and echocardiography were normal. Examination at the age of 21 years showed a moderately retarded girl with a weight of 12 kg, height of 88-5 cm, and the following dysmorphic features: prominent forehead with low anterior hair line, depressed nasal tip with short philtrum, and long, prominent upper lip (fig 2) . She continues to be hypotonic with lax joints and bilateral dislocation of the hips. There is some limitation of movement at the elbow joint. She had a bilateral inguinal hernia which was corrected surgically. Skeletal sur- 
